1. With a single gene deletion, no abnormality is detected. 2. With two genes affected (alpha thalassemia minor), the clinical consequences are slight anemia and mild to moderate microcytosis. 3. With three genes affected (hemoglobin H disease), the abnormal cells at birth contain a mixture of hemoglobin Bart's, hemoglobin H (four beta globin chains), and hemoglobin A. The neonate can appear well at birth, but hemolytic anemia develops after infancy. 4. With all four genes affected (alpha thalassemia major), postnatal life is not possible. 3 The hemoglobin in the fetus consists mainly of hemoglobin Bart's, which has increased affinity to oxygen. The fetus dies in utero or soon after birth. 3 Alpha thalassemia major is the most severe form of alpha thalassemia. Ultrasound findings associated with the disease are frequently made in the last months of pregnancy and commonly indicate a hydropic fetus. There can be other congenital anomalies, although none are distinctively characteristic for alpha thalassemia major. 4 production of fetal and adult hemoglobin, the fetus suffers from hypoxia. These babies can have other complications associated with hydrops, such as heart failure and pulmonary edema.
We report a patient displaying the most severe form of alpha thalassemia, also known as hemoglobin Bart's hydrops fetalis.
Case Presentation
A 19-year-old pregnant woman of Chinese descent (gravida 3, para 0020) was referred for an obstetrical ultrasound. She was a late registrant (26 weeks, 5 days). Review of the patient's medical records revealed that both the patient and her husband had alpha thalassemia. Her two previous pregnancies ended with embryonic demise at approximately 8 to 9 weeks gestation.
An obstetrical ultrasound demonstrated a single, live, intrauterine gestation, with the fetus in cephalic presentation. Evaluation of the fetal anatomy performed with a 5-MHz transducer revealed multiple abnormalities: fetal hydrops with cardiomegaly (cardiac thoracic ratio > 50%) (Fig. 1) ; pericardial effusion (Fig. 2) , ascites (Fig. 3) , and subcutaneous thickening with edema (Fig. 4) ; and protruding abdomen possibly indicating enlargement of liver and spleen (Fig. 5 ). These complications are commonly associated with alpha thalassemia major. 5 The anatomy scan also suggested skeletal dysplasia, that is, abnormally shortened long bones (Figs. 6, 7) . The left hand appeared to be abnormal, with short, "stumpy" fingers ( Fig. 8) , and the right foot appeared to have three toes (Fig. 9 ). These findings are nondistinctive for characterizing alpha thalassemia major.
Patient Management
After ultrasound, the patient was referred for genetic counseling. She was also closely monitored by her obstetrician/gynecologist. At 31+ weeks gestation, the patient developed preeclampsia and underwent induction and vacuum extraction of a stillborn baby boy weighing 2700 g (6 lb). The hydropic infant appeared edematous, skin color was bluish due to subcutaneous edema, ascites was noted in the abdomen, fingers and toes were malformed, and the genital area was maldeveloped. Further evaluation of the fetus was not possible because of the parent's refusal of autopsy.
Conclusion
The diagnosis of alpha thalassemia can be suspected from a thorough maternal history. It is a disease of varying severity depending on the number of gene deletions. In its most severe form (alpha thalassemia major), it usually leads to hydrops fetalis, in utero demise, or perinatal demise. Hemolytic anemia, when suspected, can be evaluated by amniocentesis to check for bilirubin, a by-product of red blood cell breakdown. Cordocentesis can be used to classify the specific hemoglobinopathy that is encountered. 3 In utero transfusions can help treat the anemia and its consequences. There are reports of survival and chronic transfusions in infants with alpha thalassemia. More of these infants can be saved if the diagnosis is projected based on clinical history and prenatal ultrasound, and treatment is provided.
